DESCRIPTION
A 38-year-old woman was referred to the rheumatology department due to mechanical low back pain and progressive scoliosis that started in adolescence. She had no other joint or systemic symptoms despite pigmented skin lesions scattered throughout the body.
The physical examination revealed severe dorsal kyphosis associated with structural lumbar scoliosis and numerous 'café-au-lait' lesions (figure 1) spread over the skin, freckling in the arm pits and inguinal folds (figure 2). The radiographs revealed spinal misalignment, without fractures or lytic lesions. No relevant changes were observed in laboratory tests ( figure 3) .
A diagnosis of neurofibromatosis type 1 (NF1) was established.
1 Genetic testing revealed a mutation on NF1 gene, confirming the diagnosis.
One year later, the patient presented with persistent frontal headache, resistant to acetaminophen and non-steroidal anti-inflammatory drugs. A cranial CT scan revealed bilateral thickened optic nerves, suggesting optic gliomas (figure 4), a hallmark of this disease.
Figure 1 Dorsal 'cafe-au-lait' skin lesion. Figure 2 Armpit lesions: axillary freckling.
Learning points
▸ Neurofibromatosis type 1 (NF1) is an autosomal dominant disease, mainly characterised by the presence of 'café-au-lait' spots and neurofibromas (dermal being the most common). 
